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KNMUHWHECKUE NONTUMOP®U3MbI NPU
NENKOSHLUE®ANONATUN C MYTALIMAMU TEHA
DARS2 N NOBbILWLEHHBIM YPOBHEM JIAKTATA

LUunenesa A.O.", AHToHOBa B.11."
Hay4Hbi pykoBoguTtens: goueHT O.B. Moba'?

"MepBbii MOCKOBCKUIA rOCYAapCTBEHHbIN MEAULIMHCKUN
yHusepcuteT umenn .M. CeveHosa MuHsgpasa Poccumn
(CeuveHoBckun YuueepceuteT), Mockea, Poccus;
2HaumoHarnbHbI MeauUMHCKMIN NCCcrieqoBaTenbCKUM LeHTP
3pnopoBbs aeten MuHsgpasa Poccnun, Mocksa, Poccus

KnroueBble cnoBa: demu; nelikosHueganonamusi;
MP-criekmpockonusi; nakmam, nosumMopgbu3mMbl CUMIMOMO8

AKTYyaJIbHOCTb 00YCJIOBJICHA BRICOKOI KJIIMHUYECKOH Bapua-
0eNbHOCTHIO JICHKOYHIIE(ATIONATUH € TOPAXKEHHEM CTBOJIA MO3Ta
n Mozxkeuka (LBSL), acconuupoBanHoii ¢ MyTanusamu rena DARS?2
y nereil. 3a0osieBaHNE UMEET ayTOCOMHO-PELIECCUBHBIM THIT Ha-
crnenoBaHus. KnmmHmdeckas IuardHocTuka 3arpyIHeHa BCIeICTBHE
MOMMMOP(HH3MOB CHMIITOMOB, YTO OIpeAeIsieT He0OXOIMMOCTh Te-
HETHUYECKOTo MOATBep)KACHHS quarHo3a. Iesib: onpenenuTs Kiu-
HI/IKO-HeﬁpOBI/I?:yaJ'H/ISaLII/IOHHbIC U MOJICKYJIISIPHO-TCHECTUYCCKUE T1a-
paMeTphl y GONBbHBIX JEHKOIHIIE(ATONATHAMHU C TOATBEPKIEHHBI-
Mu MyTanusmu DARS?2.

Marepuansl u MeToabl. O6cnenoBano 15 GONBHBIX AeTei
(Bo3pact nebrora — ot 1 roga 3 mec no 16 ner). [IpoBeneHsl
MPT ronoBHOro ¥ CiMHHOTO MO3ra, MP-criekTpockomnus (Jax-
Tar), CeKBeHHpoBaHue reHa DARS2 ¥ aHaIu3 HEBPOJIOTUYECKO-
IO cTaryca.

Pe3yabrarbl. Y 60% G0IbHBIX BBIIBICHBI KOMIIAyHA-TETEPO-
3UTOTHBIC MyTalLlUH, TIpeuMyiecTBeHHO ¢.228-21 228-20delinsC
(67%) u ¢.492+2T>C (27%). Pannuit nedrot (1o 5 net) acco-
IIUMPOBAaH C MOPKEUKOBOH aTakcuelt (93%), Tpemopom (73%)
W KOTHUTUBHBIM JepuuuToM (47%), TOraa Kak no3gHue GopMsl
(10-16 5et) xapakTepu30BaJIMCh U30JIMPOBAHHON MUPAMHIHON
HEIO0CTaTOYHOCThI0. MP-crieKTpocKomus MpoaeMOHCTpUpOBaja
ToBbIIIeHNE ypoBHe#t akrara (1,2-2,5 ppm) B 80% ciyuaes. Ce-
MeiiHble cirydan (20%) OATBEPANIIH ayTOCOMHO-PELIECCHBHOE Ha-
clieioBaHue: y mpodan1oB ¢ myrtanusamu c.228-21 228-20delinsC
u ¢.492+2T>C BbIsIBIEHBI OOJIbHBIC CHOCHI ¢ AHAJIOTUYHBIM (eHO-
tunom. Penkue Bapuantsl (¢.753G>T, ¢.455G>T), HecMoTps Ha
HAJIMYHE KIIMHUIECKUX TPOSBICHUH, TPEOYIOT IOIOTHATEIBHOTO
W3YYeHUS IS TIOATBEPIKISHHUS MX TIATOTEHHOCTH, T. K. POJIb B pas-
BUTHH 3a00JICBaHUs paHee He OblIa BAJIMAUPOBAHA.

BuiBoabl. Myrarmu ¢.228-21 228-20delinsC u ¢.492+2T>C
B reHe DARS2 sBNSIFOTCS KITFOYEBBIMH T'€HETHYECKHUMHU JCTEPMHU-
HaHTtamu LBSL, acconunpoBaHHBIME C paHHUM JIeOFOTOM U T10-
auMopdHOI cuMIToOMaTHKO#. OTCYTCTBHE JAHHBIX O 3UTOTHOCTH
y 20% OOJNBHBIX ¥ OTpaHMYCHHAS BATUIAINS PEIKUX BAPHAHTOB
0one3HN MOAYEPKUBAIOT HEOOXOAUMOCTD PACIINPEHHOTO T€HETH-
YEeCKOro 00CIIeIOBaHUS.



